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SUMMARY Mosaic trisomy 14 is described in a patient with severe developmental retardation and congenital malformations. Together with a few previous reports, this case suggests the existence of a syndrome associated with this chromosome imbalance. Hitherto unrecognised manifestations of trisomy 14 mosaicism were, in our patient, abnormalities of the neutrophil nuclei, which consisted of multiple pedunculated or sessile projections, similar to those characteristically associated with trisomy 13 syndrome. We describe a new case of trisomy 14 mosaicism that supports the existence of a characteristic clinical condition associated with this aneuploidy and suggests that nuclear abnormalities of the neutrophils could be an additional feature of the syndrome.
Case report
The proband was born in 1983 after a 40 week pregnancy complicated by threatened abortion during the second month and by polyhydramnios. He was the only child of healthy, unrelated parents. At birth the mother was 33 years old and the father 32. Birth weight was 2400 g (<3rd centile; 50th centile for 34 weeks) and length 48 cm (3rd to 10th centile). At 24 hours the patient had a seizure. During the first months he stayed in hospital because of feeding difficulties and delayed growth resulting from bilateral cleft lip and palate and a congenital heart defect (tetralogy of Fallot), which was operated on at 3 months of age.
He was seen by us at 6 months (fig 1) . At Congenital heart defects were found in five of the seven patients. Cryptorchidism and hypoplastic genitalia were observed in the two males. Although skeletal defects do not appear as a distinguishing feature, hip dislocations were present in two cases. Dermatoglyphs were examined in three subjects and considered unremarkable. Two patients died within 3 months of birth; the surviving ones investigated beyond the first year of life were severely mentally retarded.
In five patients the cytogenetic abnormality consisted of a clone with an extra chromosome 14 in 8 to 93% of blood lymphocytes. Turleau Special comment is needed on the observation in the present case of consistent nuclear abnormalities in the neutrophils. The high frequency of appendages of variable size and shape, together with the tendency of the individual lobes to be poorly separated, make these granulocytes very similar to those originally described in trisomy 13 syndrome.9
Available data have pointed to a relationship between these nuclear projections and the extra set of satellites carried by the extra chromosome 13. In fact, an increased number of small clubs is not a feature in the neutrophils of patients with translocation trisomy 13. However, the same also holds true in subjects with extra G group chromosomes or with partial aneuploidy of D group chromosomes retaining the satellite regions. Huehns et al 9 stated that nuclear abnormalities of the neutrophils are specific to trisomy D. Our patient with trisomy 14 mosaicism proves that this is not so. Rather, we think that it could also be a feature of the other, usually lethal, conditions associated with extra chromosomes 14 or 15.
